tions. The first patient with a complete monosomy was the case reported by Al-Aish et al (1967) who had a G monosomy in blood, bone marrow, and skin.
Mosaicism involving the G group chromosome has been reported in the literature several times, most cases showing monosomy of a small acrocentric chromosome in one cell line only. The first such patient was described by Lejeune et al in 1964 .
We wish to report a patient showing a normal chromosome complement (46,XX) in cultured skin fibroblasts and a mosaic G (45,XX,G -/46,XX) in blood, a combination which has not yet been reported.
Case Report
This girl was first admitted to The Children's Memorial Hospital at the age of 2 years 10 months for the evaluation of cough, fever, and 'blood on the diaper'.
The patient was the product of a full-term pregnancy and weighed 2464 g (5 lb 8 oz) at birth. The mother's pregnancy had been complicated by vaginal bleeding during the first 4 months of pregnancy and the mother had received 2 injections (actual medication unknown) for threatened abortion. Also, the mother apparently had an upper respiratory infection without rash during the first trimester.
After delivery, the infant was kept in a hospital for 10 days for apparent mild jaundice and failure to thrive.
Following discharge, she continued to do poorly, but did not receive any medical attention until 10 months of age when she had 4 febrile convulsions. At that time it was noted that the child was severely retarded. The patient reportedly smiled at 9 months of age and occasionally uttered noises without association, but no other developmental milestones had been reached. On physical examination at admission at age 2 years 10 months, the patient was found to be obviously retarded and had no apparent contact with her environment. She weighed 10-4 kg (22 lb 14 oz) which is below the 3rd centile of her age and was 88-9 cm (35 in.) tall 3rd-lOth centile for age). Heart rate was 128/min, respirations 30/min, temperature 101-80 F (38.80 C), and blood pressure 90/60. She had numerous abnormalities (Fig. 1 ). She had a scaphocephalic head with peculiar narrow facies. There was a downward slanting of the palpebral fissures with a bilateral ptosis of the lids and a right corneal opacity was observed. The patient had a broad nasal bridge, a 'fish mouth', and a high arched palate. The ears were large and cup shaped and preauricular tags were present bilaterally. She had a short neck with a low hairline.
The fontanelles were closed. The chest examination revealed the lungs to be clear, but a grade 3/6 systolic ejection murmur was heard at the mid left sternal border. The murmur radiated to the upper and lower sternal borders and was felt to represent a ventricular septal defect with pulmonic stenosis. The child had no abnormal abdominal findings but the pelvis was quite narrow. There were flexion contractures of both hips. The deep tendon reflexes were very brisk in all extremities. Several small bruises were noted on the skin, but no petechiae were seen.
Laboratory Investigations. A complete laboratory investigation revealed the following significant abnormalities: Hgb 10 g%, Hct 30, white blood count 8650, 76,000 platelets, and 2% reticulocyte count. The platelets decreased to 30,000 on the 6th day in hospital but returned to her normal levels when she was discharged. While prothrombin time, clotting time, and celitte partial thromboplastin time were normal, the bleeding time was prolonged to 9 min 4 sec (normal 3-5 min). The urinalysis revealed numerous red blood cells and 4 + protein and a culture grew out E. coli (greater than 100,000 sis was performed on blood, bone marrow, and skin fibroblasts. The specimens for blood and bone marrow were cultured by the methods of Moorhead et al (1970) and for skin using the method of Nadler et al (1967) . Eighty-four percent of the lymphocytes cultured from the peripheral blood were found to be monosomic for a G chromosome, and the remaining 14% had a normal chromosome complement of 46,XX. The fibroblasts from a skin biopsy were examined after the 3rd passage in tissue culture. Chromosome analysis revealed a karyotype of 46,XX in 98% of the cells and 2% of the cells were monosomic for a G chromosome. We consider this analysis to be representative of the mosaic we described in the patient. The results of the cytogenetic studies are shown in Table I and representative partial karyotypes are illustrated in Figure 2 . Dermatoglyphs. There was poor development of the ridges of the fingertips, but certain digital patterns could be identified (Table II) . Course. While in the hospital, the patient developed typical rubeola. She was also treated for her urinary tract infection and we were able to discharge her much improved after 21 days of hospitalization. Subsequently, the patient has done well except for two episodes of otitis media and a fracture of the distal radius. (Engel et al, 1966; Penrose, 1966; Reisman et al, 1966; Hindle in Challacombe and Taylor, 1969 and Weleber, Hecht, and Giblett, 1968; Warren and Rimoin, 1970 (Table III, patients 1, 9, 12). One patient (Table III, patient   j 11) has normal platelets but prolonged bleeding and Clotting times, and one patient with a G deletion (Reisman et al, 1966) was noted to have throm-4, XX bopcytopoenia. In other cases of monosomies and long arm or ring deletions, platelets and blood coagulation studies have been either normal or were G-) and skin not reported.
While familial mosaicism has been reported (Zdansky et al, 1969) , more commonly, mosaicism is thought to originate after fertilization resulting in an las been re-individual who has at least two cell lines with dif--Aish et al, ferent karyotypes derived from a single zygote. monosomy While it appears that degree and type of mosaicism d one with are important in the clinical delineation of severity have also of disease, no strong relationship seems to exist. least 15 re-For example, the patient described by Al-Aish et al a G group (1967), a 41-year-old girl with complete monosomy iese reports has mental retardation and seizures but no other leletion and severe deformities, while the patient described by iosomy was Cohen (1966) 
